A 12 year old girl of Greek Cypriot origin presented with progressive gait disorder. There was no relevant family history. Her early development was rather slow and she made poor progress at a normal school. An assessment using the WISC had given her a full scale IQ of 65. Her early walking was reported as having a stamping quality tending to drag the left leg. However, no further problem was noticed until 2½/2 weeks before admission, when her gait had deteriorated progressively.
On admission she was found to be microcephalic with a head circumference of 47-5 cm, which is more than -3 SD below the mean. There were some dysmorphic features: arachnodactyly, hypermobile joints, proximally placed thumbs, and immobile first metacarpal-phalangeal joints.
Forced eye closure produced an appearance reminiscent of a whistling face. The peripheral circulation was poor. There was marked weakness of the legs, in the left more than the right, with pathologically brisk tendon reflexes and bilateral extensor plantar responses, but she was still able to walk. In the upper limbs there was a mild degree of Received for publication 9 May 1984. Accepted for publication 24 July 1984. Interstitial deletion of chromosome 2
The proband described here was the first child of a 26 year old mother and 29 year old father. The mother had had one spontaneous abortion in the fourth month of a previous pregnancy. There was no family history of
